SUMMARY Larsen syndrome is characterised by congenital anterior dislocation of the knees, associated with other joint dislocations, and a characterstic facies. Autosomal recessive and dominant inheritance have been proposed. A brother and a sister with consanguineous parents, suggesting autosomal recessive inheritance, were found to have the typical features of Larsen syndrome. In addition, they had severe cardiac manifestations, never reported before in familial cases of the syndrome. We suggest that the recessive form is probably more severe than the dominant form because of the frequent presence of concomitant cardiac anomalies.
Severe cardiac anomalies in sibs with Larsen syndrome pulses and systolic pressure were normal. Tachycardia (160/m) was present. The electrocardiogram suggested enlargement of the right atrium. Monodimensional echocardiogram showed that the right ventricle was markedly enlarged (fig 2) (telediastolic diameter 3 cm, normal values 0 3 to 1 3 cm) with minimal hypertrophy (0.4 cm) of the anterior wall. A slightly dilated aortic root (1 -6 cm, normal values 0 7 to 1 * 5 cm) was also present. Although the clinical diagnosis of pulmonary stenosis was made, the parents refused permission for invasive cardiac studies. Four months later the patient was admitted to another hospital where she died of heart failure. Though the basic pathophysiology of this condition remains unknown, the nature of the various defects present in our patients, such as joint laxity, blue sclerae, hernia, and the type of heart defect in the brother, suggests a generalised collagen disorder. Different defects in collagen production could in fact account for the differing modes of inheritance (autosomal recessive and dominant) and the different severity of clinical presentation described in Larsen syndrome.
Our patients seem to be affected by the recessive form, since their consanguineous parents were clinically normal. In addition, the presence of cardiac anomalies in our family and in other patients reported, all with the recessive form, suggest that the recessive form is more severe than the dominant form. It was also suggested recently9 that the other anomalies, such as syndactyly, cleft palate, genital anomalies, and severe short stature, were found more frequently in the patients with the recessive form. Further reports are necessary to establish the incidence and the severity of cardiac anomalies in the recessive form of Larsen syndrome.
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